We describe a patient with the unusual association of cleft palate, bilateral choanal atresia, curly hair, and congenital hypothyroidism. This association has been reported before in two brothers and may represent a new syndrome. (J Med Genet 1993;30:427-8) Cleft palate, choanal atresia, curly hair, and, to a much lesser extent, congenital hypothyroidism are components of well defined syndromes. The association, however, of these four features is very uncommon and has been described in only two patients.' We report here a third case with this association. Case report This girl was the second child of non-consanguineous parents; the father and mother were 32 and 29 years old respectively at the birth of this child. The family history was unremarkable. Abuse of drugs, alcohol, or nicotine during pregnancy was denied. Routine ultrasonography in the 33rd week of pregnancy showed polyhydramnios; the biparietal diameter was on the 90th centile.
Case report
This girl was the second child of non-consanguineous parents; the father and mother were 32 and 29 years old respectively at the birth of this child. The family history was unremarkable. Abuse of drugs, alcohol, or nicotine during pregnancy was denied. Routine ultrasonography in the 33rd week of pregnancy showed polyhydramnios; the biparietal diameter was on the 90th centile.
The child was born at 36 weeks' gestation by uncomplicated breech delivery. The amount of amniotic fluid was estimated to be 4 1. Birth weight was 2580 g (25th centile), length 47.6 cm (25th to 50th centile), and head circumference 34 8 cm (90th centile). Because of respiratory distress the child was immediately transferred to our neonatal intensive care unit. Clinical examination on admission showed several abnormalities (figure). The hair was curly and grew over the forehead and the eyelashes were long. The ears were low set and deformed and there was micrognathia. Inspection of the mouth showed cleft palate. As intubation through the nose and positioning of a nasal catheter proved impossible, bilateral choanal atresia was suspected. Other findings were dark skin, generalised hirsutism, hypertrophy of the clitoris, and bilateral simple palmar crease. There was generalised hypotonia. Oral intubation and artificial respiration were applied and, because of the extreme feeding difficulties, a gastrostomy was performed. During screening for hypothyroidism on day 2, high values for TSH (more than 50 pU/ml, normal value 0-15 to 5 5 pU/ml), low values for FT4 (1 9pmol/l, normal value 9-0 to 22-5 pmol/l), and low values for FT3 (less than 004 pmol/l, normal value 3-5 to 90 pmol/l) were observed. Hypothyroidism was con-
The patient on admission. Note the peculiar hair, the low set, abnormal ears, and the micrognathia. firmed later: on day 9 FT4 was less than 0 10pmol/l and FT3 less than 0-04pmol/l. Thyroglobulin was less than 0-2 ng/ml (normal value 2 to 70 ng/ml) and TSH receptor antibodies were within normal limits (15 mU/ml, normal value 9 to 14 mU/ml). Treatment with L-thyroxin was started.
Further investigations comprised a contrast study of the nasal region which confirmed the obstruction, a CT scan of the nasopharynx which confirmed a midline cleft palate and a non-classical bilateral choanal obstruction, and an MRI scan which confirmed these findings. On examination of the hair by scanning electron microscopy, a slight reduction of the scaling pattern as compared with hair from children of the same age, but no pili torti, was observed. Ultrasound of the abdomen, fundoscopic examination, and echocardiography were normal.
Intubation was necessary until the age of 9 days. Three weeks after birth the hirsutism had disappeared, the hair was still curly, but had become more sparse. At discharge from the neonatal intensive care unit at the age of 7 weeks the skin had become fair and neuro-logical examination was normal. 
